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Objective: This is a case report of Kabuki’s Syndrome, with recurrent pneumonias,evaluated for immunological abnormalities. A literature search through  databank of MEDLINE and LILACS, was summarized. 

Description: We followed up a preschool white female, 3.5 years old, with recurrent pneumonias and the following characteristics: 1. Phenotype compatible with Kabuki’s Syndrome: palpebral eversion,  long eyelashes, arched eyebrows, high palate, dysmorphic ears, brachidactilia and abnormal dentition2. Mild mental retardation and growth retardation. 

The work up for immunedeficiency revealed low levels of serum immunoglobulins (IgG: 235 mg/dL, IgM: 183 mg/dL, IgA: 205mg/dL) and decreased titers of isohemagglutinins, poor antibody response to polysaccharide (PS) antigen from serotype 3 (0.007mg/dL), and to anti-tetanus vaccines (<0.10ui/mL). The enumeration of lymphocyte subsets revealed low values(0.02%)  of  B cells (CD 19+)  while CD3+ (91.16%),CD4+ (46.8%) and CD8+(30.3%) lymphocyte subpopulations were normal.

Comments: The Kabuki’s Syndrome is a rare congenital abnormality, characterized by five fundamental features, the “pentad of Niikawa”: 1. Dysmorphic face (100%); 2. Skeletal anomalies (92%); 3. Dermatoglyphic abnormalities (93%); 4. Mild to moderate mental retardation (92%) and 5.  Pos-natal growth retardation. Patients frequently present with recurrent upper airways infections and pneumonias . This case with deficient  antibody production to polysaccharide responded well to antibiotics and IV immunoglobulin replacement. 

